AHHOTaUMUA

B npaHHOWM paboTe  uccneayrotcA  COBPEMEHHbIE
nporpaMmMHble pelleHna ana npeobpasoBaHMA FrEHOMHbIX
KOOPAUHAT MeXay pas3inyHbiIMU Bepcmamm cHOpoK
reHoma 4enoBeka. HeobxoauMmocTb KMCNOb30BaAHUA
aKTya/IbHbIX BEepCUN pedepeHCHbIX reHOMOB BO MHOIOM
CBA3aHa C OrpaHNYEHUAMMU, BbI3BAaHHbIMMU
MCNO/Ib30BAaHMEM YCTAapPEBLUNX COOPOK.

MccnepoBaHne npeacrtaBnAaetr o0030p  CyLECTBYHOLWMX
nporpamm AnAa npeobpasoBaHUA reHOMHbIX KOOPAMHAT U
NPU3BaHO NMOMOYb nccnegoBaTenam BblIOpaTb
noaAXoAAWMN  UHCTPYMEHT B  3aBUCMMOCTU  OT WX
noTpebHOCTEN N AOCTYNHbIX PECYPCOB.

N

PedepeHcHasa reHoMmHaa cbopKa aBnaetTca HeobxoaMmbim
pecypcom npu pabote C NAHHbIMMU
BbICOKONPOWU3BOAUTENBHOINO  CEKBEHMPOBAHUA. Ha
CerogHAWHNN AEeHb CYLLEeCTBYET ABE aKTya/lbHble BEPCUU
reHoMHbIX cbopok u4enoBeka — GRCh37 mn GRCh38.
Camon cBexen cymtaetca Bepcma GRCh38, oaHuMm u3
OCHOBHbIX OOHOBNEHUW B KOTOPOM CTaNo 3aKPbITUE
MHOroYMCNEeHHbIX  npobenos, NPUCYTCTBYIOWMUX B
npeapiayuien cbopke. HecmoTps Ha 3TO, MHOrume
NCCNefoBaTeNn He pPeLarTca NepenTu Ha aKTyalbHYHO
BEpPCMIO TEHOMHOMN COOPKM, TaK KaK NoaoOHbIN nepexos,
MOXeT noTpeboBaTb 3HAYUTE/IbHbIX W3MEHEHUW B
anroputme o06paboTKM AaHHbLIX. B cBOlO ouyepenp,
ncnonb3osaHme GRCh37 HaknaabiBaeT psaa orpaHUYeHUM
Ha BO3MOXXHOCTb pPaboTbl C aKTyanbHbiIMK Ha3amu

NaHHbIX. Hamu Bblna noctaBneHa uenb npoBectn 0b630p
CYLLEeCTBYIOLWMX MPOrPamMMHbIX PeLleHnn, NO3BONAOLLMNX
OCYLLEeCTBNATb Npeobpa3oBaHME TEHOMHbIX KOOpPAWUHAT
MEXKAY Pa3IMYHbIMM BEepCUIMM COOPOK reHOMa Yen0BEKa
B pannax dopmara vcf.

CoBpemMeHHble NporpamMMHbie pelleHUus ANA
1jpbeobpa3oBaHNA reHOMHbIX KOOPAUHAT MeXAY Pa3/IMYHbIMM
BepcuamMu cbopok reHoMma 4YesoBeKa

bobpuk I1.1O., Bepmenko B.P., lypbsHosa U.E.
PecnybankaHCKnm Hay4YHO-NPAKTUYECKNM LLEHTP AETCKOM OHKOJIOMUN,
remMaTosiorum n ummyHosnorumn, Pecnybamka benapyco

Pe3synbTaTbl n 06cyXxaeHue

[Mporpamma CrossMap cmorna obpabotatb A0 98,70% BCex
3aMeH B cpeagHem 3a 2 MUHYTbl 17 cekyHa (10 cek.) c
MWUHUMA/IbHbIM MCNONb30BaAHMNEM BbIYNCANTENBHbIX
pecypcoB. WHCTPYyMeHT transanno NOKa3an CxoXxue
pe3ynbraTbl: Obl10 Npeobpa3zoBaHo 98,72% BapuaHTOB 33 2
MMUHYTbl 7 ceKyHpA (£6 cek.). Nporpamma LiftoverVcf (Picard)
KoHBepTUpoBana 98,67% 3ameH B cpegHem 3a 1 muHyTy 15
cekyHa (£ 5 cek.), ogHako noTpebneHne onepaTUBHOM
NamATU B MUKOBbIM MOMEHT aocturaso 12,8 6. Beb-
nHctpymeHt  Assembly  Converter (Ensembl) paért
BO3MOXHOCTb 3anycTuTb npeobpas3oBaHMe KOOpPAMHAT B
vaoobHom rpadpuyeckom nHtepdpeunce. CTonT OTMETUTb, YTO
MaKCMMa/ZibHbIM  pa3mep 3arpyxaemoro B Assembly
Converter damna He ponxkeH npesblwate 50 M6, uyTto
HaKNnagbiBaeT OrpaHu4YeHMe Ha paboTy € AaHHbIMU
NOJIHO3K30MHOIO 1 NOJIHOFEHOMHOIO CEKBEHMPOBAHMA.

.
MaTepuasbl U MeTOAbI

Bblnu NPOTECTUPOBAHbI cnegyroume
bnonHdopmaTnuyeckue MHCTPYMEHTbI nns
npeobpas3oBaHMA reHOMHbIX KoopauHaT: CrossMap,

LiftoverVcf (Picard), transanno, Assembly Converter
(Ensembl). Ona oueHKkn paboTocnocobHOCTM Nporpamm
ncnonob3losasocb 10 VCF-¢pamnos (=1,5 6 Kaxabin),
coaeprauwunx B cpeaHem 4,5 MIH. 3amMeH, BbIAB/NIEHHbIX B
Xo4e MNOAHOrNeHOMHOro CEKBEHMPOBAHUA, a TaKX*Ke dpann
GRCh37 to GRCh38.chain, HeobxoanmbIN ana
BbIMOJIHEHUSA KOHBEepTaLuumn. TecTnpoBaHue
ocywecTtsnaanocb B OC Ubuntu (22.04).

Tabnuua 1. PyHKUMOHA/IbHbIE XaPaKTEPUCTUKMU
TGCTMpVEMbIX nporpamm

CrossMap 93,70 137110

transanno 08,72 12716 0.4
LiftoverVcf 98,67 /515 12.8
Assembly 50 Mb limit
Converter

3aK/o4YeHue

Bbino paccmoTpeHo 4 nHcTpymeHTa Ana npeobpasoBaHmA
reHOMHbIX KoopauHaTt. CrossMap ©n transanno MOXHO
Ha3BaTb Haubonee yHUBEPCaNbHbIMM BapPUAHTAMU ANA

NAaHHOW  33a4a4yM, T.K. [AaHHble NPOrpamMmbl  JIETKO
YCTAaHaBAMBAIOTCA U He TPebyoT 60NbLLUUX BbIYMUCUTE/IbHbIX
mouwiHocTten. Assembly Converter aABnaetca XopoLwUm
BAPMAHTOM ANA CneuuannctoB c HebonbWMM OMbITOM
paboTbl B KOMaHAHOM cTpokKe. LiftoverVcf (Picard) ynobeH B
c/ly4asx, Koraa Hy»XHO nposecTu npeobpa3oBaHue B bonee
CXaTble CPOKU 33 CYHET AOMNONAHUTENbHbIX BbIYUCAUTENbHbIX
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